HanmeHoBaHue MpenmnaaHTaLMOHHaA ANAarHOCTUKA YMCAOBBIX U CTPYKTYPHbIX XPOMOCOMHbIX HapyLUeHWU
ycayrm Ha AHK-muKkpoumnax

Kopa ycnyru A 10.20.001.101

KpaTtkan Mo necxogHbim oueHKkam BO3, N0 aHaTOMUYECKUM, FreHETUYECKMM, SHAOKPUHHbIM U
nHbopmauma o UMMYHOIOTUYECKMM NPUYMHaMm becnaogHbl 5 % nonyaauuun. Jna npeogoneHuns
3aboneBaHun 6ecnnogma NPMMEHSAIOTCA BCMOMOTraTeibHble PENPOAYKTUBHbLIE TEXHOOMMK, B YAaCTHOCTH

3KCcTpakopnopanbHoe onnogotesopeHue (IKO), NpM KOTOPOM ONNOA0TBOPEHUE
ANLEKNETKN COBEPLUAETCA B UCKYCCTBEHHbIX YCIOBUAX BHE OpraHnama matepu. OgHaKko

3 PeKTMBHOCTb BCMOMOraTeNbHbIX PENPOAYKTUBHbIX TEXHOOMNIA NOCAE ro4a NeYEeHUA B
cpepHem cocTasafeT b 27 % 1 3aBUCUT OT pasa GaKTOpPOB, KaK CO CTOPOHbI NaLUEHTOB,
TaK U CO CTOPOHbI LLEHTPa, B KOTOPOM NPOBOAATCA UMKAbl BPT.

XPOMOCOMHbIEe HApPYLLEHWUA ABAAKOTCA O4HOM U3 NPUYMH, BHOCALLUMX 3HAYUTEbHbLI BKNAL,
B CHUXXEHWe BEPOATHOCTU MMMIAHTaLMM SMOPMOHOB M NOBbIEHWE YacTOTbl CMOHTAHHbIX
BbIKMAbIWEN B paMmKax LMKAoB KO, TaK KaK OHU NpuUcyTcTaytoT B 75 % ooumnTos, y 83 %
3MBpPMOHOB Ha cTaguu apobneHna ny 58 % ambproHoB Ha cTaguum 6aactoumncTbl. C Lenbto
yAyyleHua nokasartesnei bepeMeHHOCTU y Nap ¢ Npobaemamu penpoayKkumu, B
KAMHMYECKYO NPaKTUKY Obln BBEAEH NPEUMMNIAHTALMOHHbIA FTeHETUYECKUA CKPUHUHT
(MFC), KoTopbI NO3BOASET UCKIOUYNTL IMBPUOHbI CO CTPYKTYPHbIMMU M YUCOBLIMU
XPOMOCOMHbIMWN HAPYLLEHNAMM.

B cOOTBETCTBUM C KAMHUYECKMMWN peKomMmeHaauMAMKN MUHUCTEPCTBA 34paBoOXpaHeHnsa PO
oT 15.02.2019, nokasaHMAMM ANA NPOBEAEHMA NPEUMNNAHTALMOHHON FEHEeTUYECKOMN
AMArHOCTUKM YNC/IOBbIX U CTPYKTYPHbIX XPOMOCOMHbIX HapyLLIEeHU ABAAIOTCA:

1. Hanunume HacnepcTBeHHoOro 3aboneBaHna y 04HOro U3 poauteneit, aeTein,
pPOACTBEHHMKOB;

2. PorkaeHue pebeHKa (bepeMeHHOCTM N1040M) C XPOMOCOMHOWM NaToIorMen unm
BPOKAEHHbIMM MOPOKAMM PA3BUTUSA B aHAMHE3E;

3. HocnTenbcTBO XPOMOCOMHOM NaTo/IOMMK Y OAHOIO U3 CYNpyros;

4. HapyweHne nonoBoro pass1Tus, B TOM YMCAE NPU NEPBUYHON aMeHOpeE;

5. becnnoane HeACHOro reHesa;

6. MpuBbIYHOE HEBbIHALWIMBAHWE BepeMeHHOCTH (2-x n bonee camonpon3BO/IbHbIX
npepbiBaHUN BepeMeHHOCTH);

7. MoBTOpPHblE HeyAaYHble NOMbITKM NePEeHOCa KCBEXUX» UM PA3SMOPOKEHHbIX
3MBPUOHOB (3 y *KeHLWWH monoxe 35 neT, 2 — y *KeHwuH 35 neT u ctapue);

8. TArKenble HapyLWeHWA CNepMaToOreHesa y My>KUYuH
(onuroacreHoTepaTo300CNEPMUA, ONNUTO300CNEPMUSA, a300CNEPMUA);

9. KpoBHOPOACTBEHHbIN BpaK Cynpyros;

10. JOHOPCTBO OOLMTOB, CEPMbI U SMOPMOHOB NO MOKa3aHUAM.

NHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

B Meaunko-reHeTuyeckom LeHTpe (FfeHeTuyeckol KnmHmuke) HUM MeauumMHCKoM reHeTUKK
OCYLLEeCTBNAETCA NPEMMIMIAHTALNOHHANA AMArHOCTUKA YMUCIOBbBIX U CTPYKTYPHbIX
XPOMOCOMHbIX HapyLweHnin Ha AHK-MUKpoumnax MeToaom MUKPOMATPUUHOWM
CpaBHUTENbHOM reHoMHOoM rMbpuamsaumm (Array Comparative Genomic Hybridization,
aCGH). MeTog aCGH B pamKax 04HOM peaKLMmM NO3BOAET BbISBUTb BCE YNCNOBbIE
HecbaflaHCMPOBaHHbIE XPOMOCOMHble abeppauun NyTem CPaBHUTE/IbHOTO aHaIM3a YNCNA
konuit AIHK B KneTKkax TeCTMpyemMoro 1 KOHTpoibHoro obpasua.

[ns BbINONHEHWA aHaNM3a ambpMoNorom npoBoanTcs buoncua baactomepa ambpMoHa Ha
TPETbU CYTKM Pa3BUTMA smBpmroHa nam 6uoncma 5-10 kNeTok TpodaKToAEPMbI
61acTOLMCTbI, TO CTb IMOPUOHA Ha NATblE CYTKM pPa3BUTUA. KneTku nomeLtator
MMKPONPOBUPKY, coaep KaLlyto 2,5 MKA cTepunbHOro Hatpuit-pochatHoro bydepa (aHrn.
Phosphate Buffered Saline, PBS) u xpaHatca npu Temnepatype —20 °C. Mocne yero
HeobxoAMMO NpoBeaeHMe NOAHOreHOMHOW amnandukaumm AHK n3s smb6proHanbHbIx
KNEeTOK METOA0M aMNINPUKaALLUM NO TEXHONOTMN MHOMXKECTBEHHOIO 3aMeELLEHNA LLenu
(aHrn. Multiple Displacement Amplification, MDA) nnan nonHoreHoMHoM amnandukaumm
Ha OCHOBE NOJIMMEPA3HOW LIeNHOW peakLmu.

CpOK BbIMOJ/IHEHUA

20 pabouunx gHem




